Abstract A six year old boy underwent extensive investigation for recurrent abdominal pain and was found to have a persistently raised serum amylase. Endoscopic retrograde cholangiopancreatography was normal and macroamylasaemia was excluded. Serum amylase concentrations were found to be raised in other family members spanning three generations, all of whom were asymptomatic. Clearance studies suggested no evidence of a renal tubular defect and serum lipase concentrations were normal. This is the first report of apparently familial hyperamylasaemia and the mode of inheritance is consistent with an autosomal dominant pattern. (Gut 1997; 40: 689-690) Keywords: amylase, pancreatitis.
Although a greatly raised serum amylase in a patient with abdominal pain is most often due to pancreatic disease, there are many recognised causes of a mildly raised concentration.'
We report a hitherto undescribed cause of hyperamylasaemia.
Methods

INDEX CASE
In 1993, a four year old white boy presented acutely with colicky periumbilical pain, lethargy, anorexia, and vomiting. He had experienced several similar episodes during the < E * n < cn°Z a X) u E < E n < 0°z a n u E < E: < w0 z°a On admission, he had a mild pyrexia with no signs of an acute abdomen. Routine investigations were normal except for a slightly raised serum amylase of 168 Somogyi U/dl (normal range 40-160 U/dl). A plain abdominal radiograph and ultrasound scan were normal. A laparoscopy disclosed no pathology and a non-inflamed appendix was removed. Six weeks later he was readmitted with recurrent abdominal pain and a repeat serum amylase was raised at 336 Somogyi U/dl but a repeat abdominal ultrasound scan again showed no abnormality. His pain settled and outpatient investigations including a small bowel meal, abdominal computed tomography, sweat test, and DNA analysis for common cystic fibrosis gene mutations were all normal. His serum amylase remained raised at 226 Somogyi U/dl and he was referred to us for further investigation.
During the next year he remained well but his serum amylase was raised at 160 international units/l (normal range 19-95 IU/1). He had a normal lipid profile, liver function tests, urine metabolic screen, faecal chymotrypsin, and faecal fat content. Endoscopic retrograde cholangiopancreatography showed normal ductal anatomy with a normal pancreaticobiliary junction. Macroamylasaemia was considered likely after finding a normal urinary amylase excretion (38 IU/4 h) in the presence of a persistently raised serum amylase (149 IU/ 1).2 Macroamylasaemia was definitively excluded by the absence of diffuse streaking in the y-globulin region after electrophoretic separation on cellulose acetate.3 Autoantibodies, rheumatoid factor, and Ro and La antigens were negative. Currently the child is well with normal growth. He has had no further attacks of nonspecific abdominal pain. During a three year period, the patient's serum amylase was estimated on multiple occasions by various standard laboratory methods4 and was found to be consistently raised (Fig 1) . 
